1.2 OMIM# of the disease 303700.
1.3 Name of the analysed genes or DNA/chromosome segments OPN1LW/OPNMW gene cluster on the X-chromosome, Chr. Xq28.
OMIM# of the gene(s)
OPN1LW, RCP, CBP; 303900, OPN1MW, GCP, CBD; 303800.
Mutational spectrum
Large deletions spanning the locus control region and/or the promoters and/or the genes; genomic rearrangements -inequal crossing-over, resulting in single red and/or red/green hybrid genes; inactivating missense mutations (most common missense mutation c.607T4C p.C203R). 1,2
Analytical methods
Duplex PCRs, PCR/RFLP defining the structure and integrity of the OPN1LW/OPN1MW gene cluster, DNA sequencing for point mutations.
Analytical validation
Confirmation of mutation in an independent biological sample of the index case and/or in an affected subject.
In case of a genomic deletion, confirmation by duplex PCR and/or second technique; if possible define breakpoints by longdistance PCR.
1.8 Estimated frequency of the disease (incidence at birth ('birth prevalence') or population prevalence): 1:100 000.
1.9 If applicable, prevalence in the ethnic group of investigated person Unknown.
Diagnostic setting
Comment: As penetrance is 100% and since disease is present from birth, the test is not used for predictive testing. 
TEST CHARACTERISTICS

.4). If the test result is negative (please describe):
This will lead to reconsider the clinical diagnosis. The diagnosis of blue cone monochromatism will therefore be either confirmed, or excluded and redirected to achromatopsia, for example.
Which options in view of lifestyle and prevention does a person at-risk have if no genetic test has been done (please describe)?
Regular ophthalmological follow-up examination.
3.3 Genetic risk assessment in family members of a diseased person (To be answered if in 1.10 'C' was marked) Genetic testing has considerable consequence on clinical management as the condition is usually stationary. Consequently, learning Braille and education in specialized schools are not required as opposed to cases with either Leber congenital amaurosis or certain cases of cone dystrophy. Both these latter conditions are differential diagnoses of blue cone monochromatism, in which patients become progressively blind. Patients should be informed about the possibilities of filtering glasses or contact lenses (red tinted or brown) to reduce photophobia and improve contrast sensitivity. Low-vision aids include high-powered magnifiers for reading.
